In 1967, four years after the original description of Noonan's syndrome in nine children with atypical pulmonary stenosis,l the first case of associated hypertrophic cardiomyopathy was described.2 Subsequent screening by echocardiography has shown hypertrophic cardiomyopathy to be fairly common, occurring in about 25% of cases. 34 We now report the association of Noonan's syndrome with a primary, familial, non-hypertrophic cardiomyopathy with echocardiographic and haemodynamic features of restrictive pathophysiology.
Patients and methods Figure 1 shows the family tree. Patient 2 (daughter) Patient 2, a daughter, presented when 2 years old with congestive heart failure that was slowly progressive. She is now 21, in NYHA class III, and has a raised jugular venous pressure and ascites. She attended a normal school until the age of 16, but has never been employed and is supported by her mother. Hypothyroidism was diagnosed when she was 19, and she is currently taking thyroxine replacement, as well as digoxin and diuretics.
Patient 3 (daughter) Patient 3, the younger of the two sisters, remained asymptomatic until she was 18. She then reported palpitation although no arrhythmias have been documented on repeated electrocardiographic monitoring. One year later she has unlimited exercise tolerance, is on no medication, married, working full time, and is currently pregnant. Hypertrophic cardiomyopathy without hypertrophy has been described.'2 In one family this was a postmortem diagnosis in patients who died suddenly and were found to have morphologically normal hearts but myocardial disarray characteristic of hypertrophic cardiomyopathy. In another family the echocardiograms in affected members showed non-hypertrophied ventricles and features consistent with restrictive cardiomyopathy. Postmortem histological examination in one of these showed myocardial disarray. Hypertrophic cardiomyopathy has a broad morphological and pathophysiological spectrum. Hypertrophy is well known in Noonan's syndrome and has been shown to occur with myocardial disarray."3 It is possible that the family described in this report represent the non-hypertrophic end of the same spectrum.
